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Abstract

Gout is a metabolic disease that seriously affects health and quality of life. It is affected by both
genetic and environmental factors, and its prevalence has been increasing in recent years. Prima-
ry gout is a polygenic genetic disease with significant genetic specificity in its pathogenesis and
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clinical characteristics. In recent years, with the development of molecular biology technology,
genome-wide association studies (GWAS) have detected multiple susceptibility sites and related
candidate genes that cause gout. This article briefly introduces the role of these genes and their
mutation sites in the pathogenesis of gout and their impact on the pathogenesis of gout, as well as
the potential interactions between these genes and environmental risk factors, in order to pro-
mote people’s understanding of the pathogenesis of gout.
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1. 5|

T R — 2L R R 25 AL SR M PR FRKT TR, AN IR ER A TR, T 51 A 4L 2453 4 1 s PR
CREAE[L]e TR N BEREANGE AR, TR A RS R R A PR R AR R R SR F B, By — € R
RS IENE s kRS RO AEAE B A B0 S F Ao R AR R, BRI IR 2R e 250, 3532 iR T
AL IR SR TR [2] . ALRRAFR MR X BEAh, R SES R R BT R R
W P2 e Bt 5, ELAEE W AR ZU PR, R i BT AR 3 o i ™ R o R X LA 1 P )
IR, OIS S R, ik, 2 BORPRM, MR 55000, BONB R IR A
SRR . ASCE B 1R AL 2T FUBUIR,  DASGX B PR 5 A5 16 B R 3% 22 1) 1 T AE A
HAERT,  RAGEHE AT A B 0 PR

2. @R & st

e PR R ML AE 55 8 AR A DIAR G, R R IR I GG AR, V2 07 CDiiE B 1 3Rl ORIk
AFAE o i PRI IMUE R 2 R K2 200600 N 22 K DR, T LIl R R A - (4 A2 A 5 -5 08 R AR AT 9K [3]
ML PR IR KT ) SR S ) BN PR IR 28 AR AR B AR R A2 AR A, ITIAE L ZRBE ST b RA By, (A A A MR X
AT TR IR AR, 51 R SR AP ST 48 o (B KT 73 v PR IR MIUAE S8 AN 2 gk Je i M[4], &
PRI MUAE [ 95 DAL J& T 20 0 4 S BR[5] [6]

2.1. FoREMR 14 PRER M S 7C 5 SR PRER 2h & (4 LR A

e bR R ILAE 2 48 BT PR B8 AR B 22 /B8R R HE ek /D 5 SO R BR 7K T I s (LR BR K > 7
mg/dL), K% 90%IH) & bR IR IILAE YRS KR & H T B TR A it 5 sl /D 0 PR 2 1 B RS 38 22 51 S A [ 7]
PRIR G it % -5 B2 bl 1 TR A% W £ 18 TR & 1 I8 (Phosphoribosyl pyrophosphate synthetase 1, PRPS1)#!l
VR WL A 1 1 W A ik T A2 4 5 7% T (Hypoxanthine phosphoribosyl transferase 1, HPRT1)%% B L [F] 547 |
M TR AR SN B, BRI R R e S G BRI, S EURER OS2 (5] i
PR HE Mk BELAS 2 0] 2 | T PR R ) e dg ok B v A T8 i i /N L b R A PRRN I ST e LA AR R RR
(5% iz 85 A R A B8 5 I AP A PR R HE R S (8] IX B K 2R 3L A S B R B A TR, Bl R
PR B2 I 55E F1 IR R
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2.2. BRERE MR, (BERLIERAERR

PN PRI BR AR SE T OFDUARAE R B, JF BATAE T 2R AR 8 B oA 7 A i b, A
B PRI R BAZTE 1 AR T REAZ /PSRRI S 10 . VP2 AT iy, MR 35 B SRR I VRTE B 44
JEAZ RGP 5 1 FLEN PR IR T R B o R ol S 55 RN AT S 8 B EL A 8 A P 5190 R T B L
A I R TR B TR P O N DX 3 55 P A P TR 5 it A B PO I ) SR, T AR ) B4 PR R 26 80 1 A B
HHOR[9] [10] [11]. HE54RAHZIA HIAS R oA B 60 [ 72 4 PN PRI 36 70 0 R IR B0 ¥ A2 Jo] L T A2
ARSI RS UTR[12], A KEIEERY], REPCH R 7R ST AR e #R e 1 PR IR 2k
VEARIE[L3], RN (10 P IR st 1 AL e AN B VR PR A A T PRV [14] [15]

2.3 BYRERE R, BRERYRHIEARMERTREE

ERZHEE T, XA BRI 9 R AE B 7 B 1 Sk SOREPE G R BRI 28 o PRIEREN Sb 743
TEI T BR 45 & 5 B G IR 521K 8 11 3 (NOD-like receptor protein 3, NLRP3)# JiE /M 5 KUK & AE
HYIMIG, HBUE O T XUE 5 8 8N RE[16] [17]. 5N Nz R R Toll #3244 (Toll-like
receptor, TLR)/™, 28 /N NERER B v AAAE A RIS 5755 NLRP3 Z5E/MA[18]. i e L 5K T
B AZ A M H 55 R R PRI A N OGN I, SRR AU S R AR [19]

2.4. BEARER

WHREARNOEATE LG, IFEIFRREMT, RIE R RE ST 28 8om A L. J#x
AR RIR AN S TR B . XA T RE SRR, 51 (1 (R I AT RE 51 A0 A [20]

3. MRHEIEEELE XKD

I AN [RIRAT R B 1 R AN L BB (22 5 [21] - BEAE GWAS BT 9T &K 3 ABCG2.SLC2A9.SLC22A.,
SLC17A3 253 R 1 22 A3 4 55 1L PR R AR XA 26 [8] [22] [23] [24] - 3% b 3 PR3 i 4 5 JR R % 3 2 1 sl AH
KEE, EPTPRERHEMAERR (L PRERASAS TP B E o H AR I 32 B 51 1) IR IR e 2 B 1 R A
B =R AR 45 G a8 TR (1 G SR A A 2 DK (ABCG2) Fil] 4 B 5 1L #4128 5K 14-9 (SLC2A9)%%[25] [26] .
T 3R 2 251 (single nucleotide polymorphism, SNP)YE A ¥kr £ A X E . Kz k. 5
TR AL 3 RS i, NSRS T T K& R T IR 18 5 R 2 MR 5 IR BRI RO IR 7L [27]

1) ABCG2 %: A

ABCG2 #iA & 5 MR FEE /K- FIJf AR R e B VIR R 2 —, ABCG2 AT 15 3 ity /N 48 it e R
S, G — A = B R AR 1) R IR 43 WA 43T, A PRI 1R TR 4 Y v 2 B 24 FH [ 28] [29] - ABCG2
Ty RRefi 0 7™ B A% S Al i i L ABCG2 ARk i) 3 (R B AH AR A 1H 1Y), B JE T AR Q126X (rs72552713)
FIEThRE Q141K (rs2231142), RI{HFAHICHE H I REFFKZE 50% LA F[30]. F H. rs2231142 1) A 47 3K 7E
TP T AR A5 v, WAE F A i L RA R B DR AN £ 30%.  Kim %5 AT 38 1] fr— 0995 451 o) it
I 7T(99% M 70X R B3 1tk ) 8 SRR IR, rs2231142A S5 A3y 56 [R 485 15 2 9 AUXUKG: 2 AR 485 3 1 3.32 1%5[21] .
Chen ZE NI AL R I, BEGEHX B HUA B3, rs2231142 7 SRR R4S TR, &M%
IR I UK 3 ) AR 1 3.37 A1 1.84 {%[31]. RIEZE AN Meta /o Aras BB R, R AR
55 152231142 K7 i) A SEOLIE R Z A PEAEAEAR DG, RADSEALEER] . G T RIAli A1 56 DR L UK s LR
I3 AR IR AR I R 447 4 1 2.04. 1.97 F1 3.71 £5[32].

2) SLC2A9 L[

SLC2A9 J [l [RIFEHE I\ -5 i R IR IURE AN X PIAH O, 1247 s AETEIR 58 ) GWAS 15 5. rs16890979
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GRAR o7 e PR AR SV 9N N e b [E) R 82 7 5 249 5096 [33] [34]. 2R 5 ABCG2 A[Al, #5201 78 & B SLC2A9
HEA 116890979 1) Z AL 1Y 45 A0 = DA ] B A i XU OR-A7 K] 22 [35] [36], (HAH SGHIF L 45 18 H- AN — 25 4l a1, Jade
M —TF R, AR FRPE 2 BRI KPS IS0 AFER UL, SLC2A9 TEB T 2 m IR AR L 5
5y BIEIA[37]. 1fi Meng 55 A1) Meta 73 A4 SRR, 451 SR 7Y S5 A DR AR N HHE R IR ) S50 XU Bl 465
WG PR 56%, 432 HTas AR, iR RN AE I AR FIRE 25, H71T 9940 R0 4457 5k [ 25 X
I3 A LU AR5 71 3 A 6000 [36]5 1M i R AN S5 NS5 4 2 N BF (53 120 15 80%) HIBH 74 B, rs16890979
GRAR S5 (7 FH DR 485 5 o A A o 3 e RUE R U 3 3 A5 A 1-[38] . IX SR S LB K T SLC2A9 A
(1) 22 AV MR BR /KT A BRI . BRI T 458 A —3h, A %# N, SLC2A9 %A
Z S IEAM RBORAAAEE R 22 5, Lotk TP IR AR S AR T i, 500 R T 3 [39]

3) SLC22A FE[X]

GWAS it 73 B 5 I PR BR VR FE AR C Z K B R A5 SLC22A11 F1 SLC22A12, 4374wt OAT4
HTURAT1 [40]. SLC22A11/0AT4 & —FANLIE Fiea WA, A T Vg T, S
P75 RIS, NS IRIR S 77 1 BRI TR [41] [42] [43]. URATL 2 H NS TRz E AR
PRI, R MR PR R AR B ik R K [44], URATA 5 OAT4A —FE, Sr T/ NE TR, SA1#1E
FAF30 /N PRI A B IR [41] o 75— TT06F R R 2 N THERIF 9 R 25 36 40 AT R R I SLC22A12 J& [K] 1 LA fit
FE 0.230% ¥ LK PR IR B2 AR AUAR 57 [45],  TAEE 7T 56 B B4R A ] A5 i v PR R VA FEE T B 1.21 mg/dlL [46]

4. MESREERNEEIER

BORIER 22 A SRR SR, BREL DRI ZRAE, I RUIR R0 A2 18 A% AR 85 S e DR 2 AH AR R I 28 2R
L E RS IR B [47] [48] WRIE[49] [50]. SRR AR BESL] MR R . BOLMiF AR, TS
V5 AU A, AR AR (SO2) A — S ALK (CO) 1T RE 2= 38 I KUK AR [52] [53],  F HLR FE AR BE 1A%
At 25 520 JRIER /K P [54] [55]. PRI IR 28 AT B 75 T O 012 28 Ao i 7= AR AVRR A, AT 51 62 98 R [56]

FEDR Pk A B0 1R F A R R FE 77 5 NBERr € A BE I R 25 5 5 8, T HLPR S A [ PR 3R AE 5 1Y)
Rt EEMEA57]. 2015 FAEGEK —HEE N OB IR, JBXEERKREEMSE, bEhHER
4% 7724 35.1%, Zithy 17.0%, GIESE AR RN R 22 7R R X 2 SR v X BB (58] S — DU LR S
RIS AT A B T 223 T R 5 5 e BRI RS 38 0 1 9 A%, IX BRI 1 e IR KUK AR IR 2 DR AR
B2 2 18] (R AH ELAE I [59] « Sl DR 485 5 2 E A R BRI IR 3 I 1 0 XU ozt v T A T [RIRE PR 5% e o IR 3
A T AR .

ARV AT, v PRIR HE R X R, R il /2 & B & 2 M8 RS RS POk 95 [60] [61]. Choi #1 Curhan
WAL T 14,809 42 5 & M LG IRER/K-T 5 SRIEEN B Z [ 1) & o 18 B 5 R R IMAE 1 HoAth S s
IR JE, M AR PRI BN B2 55 L35 R B /K ST PR v 2 IEAH OG(P < 0.001) [62]0 B 17 A B A 5 9 XU AH
KA, o £E Choi Bk, R 7 HABEAEIRAR N R G, BRI 1 A0 55 9 KRR R 7 B - e oG 3R
[49]. TO{E H AR &L LRP2544390 rsl 3 [K 5 i JREZ /K T- LA K SLC22A12. ABCG2 il SLC2A9 K]
ZAMAR, BB rs2544390 FIAHCPERE 38[63] [64], UFH TR IS LRP2 M EAEH
Yamanaka (1) — I/ ATt 8 B 1 PR BN 155 PR R /K P T = () BB R K 22—, $RANBRE 5 LRP2 Tl AEdL
75 FHF Pk P A 8 AR A2 B DR/ N PR R HE VB [65]. ALDH2 PR & A28 AR ey, HAEWI A £
A1 . ALDH2*2 41615 K2 10% 1) H AN NHEHAEAE, (BAE sz AN il e % IL[66]. ALDH2*2
AT IAENT CBEA 8K o TE RS P 93 RS 1 A R 25 AR, ALDH2*2 S5 A7 BE R R A% B 25 %
/N[67]o S0 FE R ALDH2*L A4 T, L BRI I YRR R R B0 SR na 5 i 35 34 0, 1 ALDH2*2
SR DR A A R AL, TR N4l S ALDH2*1 SR 2 W51k T KRR R A R R AR [65]
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PN = A RIS KA RS A FIE - RN KR, S 5REERHIEE SLC2A9 £
55 BU0E 5 A R AL IE [51], X P o6 & 0T g 5 FOMES 5 A IR IR I DR [68]. — A 78 & I SLC2A9
F2 e R IR TN R X PR A% S B IR 35, 1 70 R 8% 1) rs11942223 A 5 1 of M 67 4f 1) L LTS PR IR
SV, IXF W] SLC2A9 JE A AL 5 SLC2A9 Bk T & R UL L IAIAFAE L R o [N U1 — AN B 22 45
St SLC2A9 St I i R M 2 (1 52 M A SR T R s in 2 A, IRl — Wk 52 o R v 22 RO RN C 554
BRI AN AR, SR T R IR L A2 Fh 2 R SRR BE IR 32 2 (0] B2 4% FLAE I 45 2R [69]

5. &5

T RUBIRUAT 3 2 B R B Y, i XURRAT SR IEAE BT, S EUR R IR 2, ERRACH
FALRE G M R AKCT T m AR O LRI 3R . AT, X S L R ER /KT (e 5 R g F 78 L fit 1
A RS (s 52 2 A 22 25k 02D IR » SR H A At 2 225 L IR A NBRR S8 E I = AR B,
AR EE5 FE A 1A% R B AR R SR ) 2R, I8 75 B5 SR AR MR A B IO AR o AT 224
C2&HE T3 BOXIIA 1 — et AL AR KR 3 o T AL — T A KA B e, 184 AR
IR SR E R A, X RGRAT R 22 IR FU 3 1 S EE A k.

£ E&WA
AR I 2 B — MoRHI I H (CYZYB20-02)
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